AMANTHZEIZ ZTO 2° KPITHPIO BIOAOIIAZ NMPOZANATOAIZMOY I AYKEIOY
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B3. a) ZxoAiké BiBAio oeA 105: «Ta oykoyovidla «TTpoEpxovTal» aTTd yovidia TTou

UTTAPXOUV .... ATTOTEAEO A EANEIYNG EVOG OYKOKATACTAATIKOU YOVIDIOU. »

B) i. E@boov divetal delTepO eowvio Ba akoAouBei kal TpiTo eguwvio. ETTopévwg, oTn
Olgpelvnon Tou BAWOTOC TwWV TPITTAETWY Tou OeUTEPOU efwviou Oev Ba TIPETTEl va
eM@aviCeTal KwAIKOVIO Afgng. Atd Tn diepelivnon TG aAAnAouxiag Tou TUAUATOG TOU
deuTepOU e€wviou TTou diveTal, TTPOKUTITEI OTI N OV AUCT) TTOU IKAVOTTOIET TNV TTAPATTAVW
ouvenkn givai n:

5...AA/ICGC/TTA/ACT/AGT/G...3

Apa Ta {nToupeva Kwdikwvia gival: 5’CGC3’, 5TTA3Z.

ii. To pOplo avixveutig uBpidotroigital Pe TNV aAAnAouyxia Tou pETOAAQyPEVOU
aAAnASpop@ou:

5TCATGTAATTC...3’

3'AGTACATTAAG...5
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2UYKpPIvovTaG TO QUOIOAOYIKO OAANAGHOPQO PE TO JETAANQYUEVO TTAPATNPOUME OTI AUTA
OlI0QEPOUV KATA €va VOUKAEOTIOI0. To TTPWTO VOUKAEOTIOIO TOU OEUTEPOU KWOAIKOVIOU OTO
QUOIOAOYIKO aAANAGUOPPO €xel wg Bdon G, evw oTO MPeTAANAyPEVO UTTApXEl T.
Emopévwg, €xel yivel ueTAAAAEN avTiKaTdoTaong £vog VOUKAEOTIOIoU (To (euyog T-A €xel
avTikataoTRoel To {eUyog G-C otnv KwdIKH Kal pn KwdIKA avTioToixa). ATTOTEAECUA AQUTAG
NG METAAAOENG cival TO KwOIKOVIO GAA va petatpétretal o€ TAA, em@épovTag TTpdwPn
A& oTn peTdgpacn TG TTpwTeivng Tou yovidiou BRCA1, auéowg peTa Tnv €vapén tng
TTpwTteivoouvOeong. Emouévwg, 10 peTaAlayuévo aAAnAouoppo Tou BRCA1 dev
KataAnyel o trapaywyn mTpwreivng. To @uaioAoyiké aAAnAduopeo BRCA1T Trpiv Tn
METAANAEN EAEYXE TOV KUTTOPIKO KUKAO, BIGKOTITWVTAG ToV OTaV auTtd atraiTeito. ‘ETol, n
METAAAAEN TOu, TTOU €ival UTTOAEITTOPEVN, 0ONYEl O€ €va yovidlo TTOU TO TTPOIOV Tou Oev
gival AeIToupyikd, dnAadr TTavel va OTAPATA TOV KUTTAPIKO KUKAO. Apad, TO CUYKEKPIUEVO
yovidio o€ opoluywTia ETTAYEI TOV AVEEEAEYKTO KUTTAPIKO TTOAAQTTAACIOOUO Kal 0dnyei o€

KOPKIVO. ZUVETTWG, TTPOKEITAI YIO OYKOKATAGTAATIKO YOVidIO.

OEMAT

M. a. lNoveic xwpic Tnv acBéveia (111 kai [12) atrokTouv TTaudi pe TRV acBéveia (l111),
ETTOMEVWG N a0BEVEIQ KANPOVOUEITAI UE UTTOAEITTOUEVO TUTTO.

‘EOTW QUAOCUVOETOG TUTTOG:

XA=puoioAoyiko TTIKPATEG AAANAOPOP@O >X® = TTaBOAOYIKO UTTOAEITTOUEVO GAANAOHOPPO

[11xI112 XAX®  x XAY

Fopéteg XA, X@ XAY
F1 yevid XA Xa
XA XA XA XA Xa
Y XAY xXeyY

H trepitrTwon atroppiTTeTal KBS dev TTPOKUTITEI KOPN TTOU va eugavilel Tn vooo.

‘EOTW QUTOOWHMIKOG TUTTOG

A =@UOIOAOYIKO £TTIKPATEG AAANAOUOPPO > a = TTABOAOYIKO UTTOAEITTOUEVO OAANASUOPYO
Mx112  Aa x Aa (O1yoveig TTpéTrel va £Xouv £TEPOLUYO YOVOTUTTO AQOU £XOUV OTTOKTHOEI

éva TTaudi TTou epgavicel Tn vooo)

Mapéteg A, a A a
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F1 yevid A a
A AA Aa

a Aa aa

H trepitrTwon gival dekTr) KaBwg TTPOKUTITEl TTAIdI TTOU EP@avicel Tn vooo.

Apa n acBEvela KANPOVOUEITAI JE AUTOOWHIKO UTTOAEITTOUEVO TUTTO.

O TpOTTOG PE TOV OTTOI0 KANPOVOUOUVTAI Ol XOPAKTAPES TOUG OTToiouG HEAETNOE 0 Mendel gival
ATTOTEAEOUA TWV YEYOVOTWY TTOU oulBaivouv oTn Peiwon. Katd Tnv Tapaywyni TwV YAPETWYV
dlaxwpidovTal Ta U0 OUOAOYA XPWHOCWHATA KAl CUVETTWG KAl Ta dUO aAAnASuop@a yovidia.
O1 atmdyovol TTPOKUTITOUV OTTO TOV TUXQIO OUVOUAOMPO TWV YOUETWV. H kaTtavour Twv
AAANASPOPPWY OTOUG YAUETEG KAl O TUXAIOG OUVOUAOHUOG TOUG ATTOTEAEI TOV TTPWTO VOO TOU

Mendel ; vouo Tou diaxwpIopou Twv aAANASGHOPPWY YOVIBiWwV.

fovoTuTTO!L:

11,12,111, 112: Aa, a@ou aTrokTouv TTaudi pe TNV acBévela, evw ol idlol dev geu@avifouv Tnv
aoBéveia

[14,1111,113: aa

[15: Aa a@ouU aTrokTd TTaIdi he TNV acBéveia evw o0 id1og dev eupavicel TNV acBéveia

[13: AA R Aa

O yovoTtutrog avagépeTal 0To GUVOAO Twv AAANASGHOPPWYV YoVIdiwv VoS opyaviouou

B. Ta yovidla Tou Bpiokovial oTo X Xpwuoéowua Kal dgv €xouv aAAnAdpopga oto Y
ovouddovtal QUAOCUVOETA KAl O TPOTTIOG WE TOV OTT0I0 KANPOVOUOUVTAI QVOQEPETAl WG
QUAOOUVOETN KANPOVOUIKOTATA. Mg TOV id10 TUTTO KANPOVOMIKOTNTAG KANPOVOUEITAI KAl N MEPIKN

axpwpaToyia oto TTPACIVO Kal TO KOKKIVO XPWHA.

XB=@ualoloyIké eTTIKPATEG AAANASHOPPO >X°® = TTABOAOYIKO UTTOAEITTOPEVO GAANAGUOPPO

14x115 XAYaa X XAX?Aa

Fopéteg X2 a, Ya XPa, X2a, XAA, XOA
F1 yevid XA a X%a XAA X°A

X2 a XA X2 aa XA X% aa XA X2 Aa X2 X®Aa
Ya X2 Yaa X®Y aa XAYAa X®YAa
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To yovidio TTou eA€yxel éva xapakTripa dev eTTnPeddel TN PETARBiIBacn Tou yovidiou TTou AEYXEI
évav dAAo xapakThpa. ZAPEPa gival yvwaoTo OTI auTd 1oXUEl HOVO yia yovidla TTou BpickovTal
o€ OIOQPOPETIKA CeUyn OPOAOYWV XPWHOOWHATWY. O avecdpTnTog dIaXWPIOHUOG TWV YOVIBiwV
yiveTal, eTT€10n Ta XpWHOoWHATA KABE yovéa ouvdudlovTal he Tuxaio TpOTTo Katd Tn dnuioupyia
TWV YaueTwV. O1 dilaocTaupwoelg autou Tou TUTTOU, TTOU PEAETATAI O TPOTTOG KAnpovounong duo
XOPOKTApWY, ovopalovtal dIaoTaupwoelg dIUBPIDICUOU. 2TIG OIAOTAUPWOEIG QUTEG KABE

YOVEQG UTTOPEI VO TTapAyEl TEOOEPA €idN YOAUETWV.

P=%

KdB¢g kunon gival €va avegapTnTo YEYOVOG, TTOU OE OXETICETAI UE TO ATTOTEAECUA TTPONYOUUEVWV

KUAOEWV.

y- Ta dropa pe ouvdpopo Klinefelter €xouv @uaoioAoyiko apiBud auTOCWHIKWY XPWHOCOWHATWY
(44) kai Tpia QUAETIKA xpwpoowuata, Ta XXY, avti Tou guaoloAoyikou Ceuyoug XY. Ta droua
AUTA £X0UV EEWTEPIKA XAPAKTNPIOTIKA APOEVIKOU ATOPOU gival ONwG aTeipa. Ta XapakTnpIoTIKA
TOU ouvdpOuOoU eu@avifovTal HETA TNV pnpeia.

Av KaTtd Tn dIdpKEIa TNG MEIWTIKAG diaipeong eV TTpayUaTOTTOINOET PUOIOAOYIKA O dIOXWPICHOG
TWV OJOAOYWV XPWHOCWHATWY I TWV AOEAQWV XPWHATIOWYV, VA QAIVOUEVO TTOU OVOPACETal
MN-01axwPIoHOG, TOTE ONUIOUPYOUVTAl YOUETEG ME QPIOUO XPWHOCWHATWY HEYOAUTEPO N
MIKPOTEPO TOU @UOIOAOYIKOU. H yovigotroinon Twv PN QUOIOAOYIKWY  YAPETWY, TTOU
TTPOKUTITOUV, ME QUOIOAOYIKO YOUETN €XEl WG aTmmoTéAeopa Tn dnuioupyia CUywToU WE
«AavBaopEvny TTO0O0TATA YEVETIKOU UAIKOU, TO OTTOIO OEV AVATITUCCETAI QUOIOAOYIKA.
Emopévwg, un SIoXwPICHOG AdEAQWV XPWHATIOWY TOUu X XPWHUOCWHATOG, TTOU QEPEI TO
uTTOAEITTONEVO TTaBoAOYIKG yovidlo yia TV axpwuartoyia, atn peiwon Il TG untépag odriynoe
oTn ONMIoUPYIa WAPIOU PE 22 AUTOCWHIKA XPWHOCWHATA KAl 2 X QUAETIKA JE TO UTTOAEITTOUEVO
TTaBoAoyIkG yovidlo yia Tnv axpwuoToyia. To wdplo yovIYOTToINBnKe atmd QUOIOAOYIKO
OTTEPHATOCWAPIO PE 22 auTOCWHIKA Kal 1Y QUAETIKO Xpwudowpa. To CuywTd TTOU TTPOEKUYE

gixe oUoTaoN 44 AQUTOOWHIKA KAl 3 QUAETIKA XpwHoowuaTa X3X0Y.

r2.
e Xpwua owpatog: emmeidf 0 aApIBUOS Twv BnAukwv atdépwyv (241 Aroua) Kal Twv
apoevikwy (236 datoua) eival Tepitrou id10¢ (1:1) oupTtrepaivoupe OTI Ogv UTTAPXEI

PuUAooUVOETO Bvnaoiybvo yovidio.

MNa Ta apoevikd: G.A.: 1:1:1:1
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MNa 1a BnAuka : G.A: 1:1:1:1

Apa QUTOOWMIKO Kal Ta yovidla TTou TO €AEyYXOUV E€ival PETALU TOUG TTOAAATTAG
aAANAGUOP®A. To aUpPOo Kal TO AeUKO XpwHa CWHATOG €ival aTEAWG €TTIKPATH d16TI dTAV
OUVUTTAPXOUV OTOV YOVOTUTIO £VOG ATONOU TTPOKUTITEI WG EVOIANETOG QAIVOTUTTOG TO YKPI
XPpwHa. To aAANAGUOPPO VIO TO KAPE XPWHA €ival UTTOAEITTOUEVO. 2UVETTWG EXOUUE TRIa
TTOAATTAG aAANASpop@a. ‘Eotw M1 10 aAAnAGuOp®O yia TO paupo, M2 1o aAAnAduopeo
yia TO AeUKO Kal J TO aAAnASuop@o yia 1o Ka@é. Ta M1 kal M2 gival ateAwg TTIKPATHA Kal
TO M €ival UTTOAEITTOUEVO.

[oveic : OnAukd My x M2y apoevikd

o 2XNMA TITEPUYIWV:

MNa 1a OnAukda: ©.A.: 1:1

MNa 1a apoevikd: ©.A.: 1:1

Apa AUTOOWHIKO Kal QUAOCUVOETN KANPOVOUIKOTNTA .

‘EoTw K 170 aAANASUOPQO YyIa TIG KAVOVIKEG TITEPUYEG KAl K TO GAANASHOP®O yia TIG
ATPOPIKEG.

1" TrepiTrTwon: yoveic: BNAukd KK X KK apoeviko

2" TTePITITWON: YOVEiC : BnNAuko XKXK x  XKY apoeviko

TeAikd o1 yovoTuTrol Twv YovEwv Ba gival: OnAukd My Kk x M?PKK apoeviko. 7 BnAuko
My XKX< x M2y XXY apoevikd

OEMA A

A1. Xtov kapudTtutto TNG EAMOCOGRET TTapatnpoUue OTI €xel CUMPEl pia OOMIKN
XPWHUOOWWIKN AVWUOAIQ, OUYKEKPIMEVA E£XEl YiVEI PETATOTTION TPAMATOG TOU MIKPOU
Bpaxiova Tou 111l xpwuoowpaTtog o1o 121 xpwudowpa. Autr) N aAkayni dev eTTnpeddel
TOoV QaIvéTuTIo TNG EANICCAGRET TTou e¢akoAouBei va gival ualoloyikdg. MNapatnpouue Ot
ol kapuoTutrol Tou AyyeAou kal Tng Katepivag gival gualoloyikoi kai yia Ta 2 {euyn (11°
Kal 12°) XpWUOOWHATWY. ZTOV KApuOTUTIO OUWGS TNG MNNveAGTTNG TTapatnpoupe EAAEIWN
TUAPATOG TOU PIKpoU Bpayiova Tou Xpwuoowuatog 1111, H MNnveAdTTn TTpoékuye atrd Tnv
yoviugotroinon wapiou TTou Trepigixe 10 111l xpwudowua TTOU QEPEl TNV EANEIPN HE

OTTEPUATOCWAPIO TTOU TTEPIEIXE PUOIOAOYIKA XPWHOCWHATA.

A2. H ENoocdBeT kal 0 Ayyehog dev utTopouv Quaololoyiké va atrokTrioouv TTaidi pe B-
BaAhaocoaiuia. ETTopévwg 10 yeyovog OTi n MNnveAdTTn Tdoyel amd B-8alacoaiyia utropei
va €€nNynBei av n yeveTIKA B€on yia TNV B aAucida BpioKETAl O€ EKEIVO TO TUNAHUA TOU PIKPOU

Bpayxiova Tou 11°Y xpwhoowuaTog TTou oTnv EAICOGRET petatoTtrioTnke o1o 12°.
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2mnv EANcodBer 10 éva aAAnAduoppo B Bpioketal oto Xpwuoowua 111 kai o dGAAo
aAnAbpoppo B oto xpwpoéowua 121, ommdte oT1o0 Xpwudcwua 11l dev  @épel
aAAnAGuop®@o yia TNV B aAucida. O AyyeAog 010 xpwpoowua 111 £xel To aAAnAGuopPo
B ka1 ato 111l 1o B°.

H MnveAdTn KAnpovéounaoe amé Tov matépa TG 1o 111l pe 1o B kal ammd v unTépa NG
10 111l. ‘ETO1 £X€1 éva povo aAAnAdpop@o, To B8, yia Tn clvBson Twv B aAuCidWY, PE

atmmoTéAeopa va TTaoxel atrd B-8alacoaiyuia.

A3. O1 opo16TNTEG AvAueoa oTn B — Balacoaiyia Kal oTn OPETTAVOKUTTAPIKA avalpia gival
Ol AKOAOUBEG:

v' OgeihovTtal g€ UTTOAEITTOPEVO AUTOCWHIKS YoVidIo.

v' TpokaAouvtal atrd PETAAAAEEIC OTO Yyovidlo TNG B-TTOAUTTETITIOIKAG aAuagidag Tng
algoc@alpivng.

v' 01 aoBeveig epgavifouv EAAeIYn TNG HbA kai avaiyia.

v' H ouxvotnta Twv Qopéwv gival augnuévn o€ TTEPIOXES ME TTPOBARUATA EAOVOTiaG.
O1 diapopég avaueoa oTn B — BaAacoalpia Kal oTn dPETTAVOKUTTAPIKY availdia gival ol
aKOAOUBEC:

v' H OpemmavokuTTapIKA avalpdio o@eiAeTal O aVTIKATAOTOON OTO 60 KWAIKOVIO TNG
KwoIKAG aAucidag Tou DNA (GAG — GTG), he atroTéAeoua TNV avTIKOTAOTOON TOU
yAoutapivikoUu o&éog atrd BaAivn, evw n B- Baldaccaipia xapaktnpeiletal amd Peyain
eTepoyévela JETAANGEEWY (aVTIKATOOTACEIG, TIPOOBNAKES, EAAEIYEIC).

v’ 2Tn OPETTAVOKUTTAPIKA avaipia To TTpéRANua eival ToloTIkd evw oTn B — BaAacaoaiuia
TTOOOTIKO. TN OPETTAVOKUTTAPIKA avaidia éxoupe ouvBeon aipoo@aipivng S (HbS) avri
yia HbA, evw otn B — BaAdacoaiyia €xoupne eANITTH) oUvBeon ) Kal TTAVTEAN EAAEIPN TWV
aAucidwyv B kal ouveTtwg HbA.

v’ ZTn OPETTAVOKUTTAPIKA avaigia Trapatnpeital aAAayry OTo OXAMO Twv £PUBpUV
QAIJOCQPAIPIVWV KOI JETATPOTTH) TOUG O€ DPETTAVOKUTTAPA O€ OUVONRKES EAAEIYPNG 0EuyOVOoU,
eEVW 01N B — Bahaooaiyia TTpoKaAeiTal ATTIA €wg TTOAU cofapr avaipia. H BapuTtnta TnG
vooou e¢apTdral atrd 1o €id0¢ TNG METAAAAENG.

v’ 2Tn OpETAVOKUTTAPIKA avaipia dgv Traparnpeital au¢non tng ouvleong &AANg
alooQalpivng, Evw 0Tn B- BaAacoaiyia o€ OPICUEVES TTEPITITWOEIG TTAPATNPEITAI aUENoN
NG HbF, evw oTa eTepdluya dTopa TTapaTnpEiTal augnon Tng

v’ 210 €7EPOlUYa GTOUA YIO T OPETTAVOKUTTAPIKK avaluia TTPOKaAEiTal SpeTTdvwan o€
OUVONAKEG pEYAANG EAAEIYNG ouyovou, OTTWG o uWoueTpo TTavw atrd 3.000 m. X1a
eTEPOCUYa dTopa yia T B- BaAacoalpia TTapartnpeital ATma avaipia kar auénuévn ouveeon

NG HbA2, n otroia atroteAei dlayvwaoTIKO BeiKTn.
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